SUMMARY A male infant with partial trisomy 6q is described. This patient shares features with 12 previously reported cases including hypertelorism, cleft soft palate, bow shaped mouth, micrognathia, short, laterally webbed neck, clubbing of hands and feet, syndactyly, and growth retardation. In addition, visceral anomalies less frequently reported are described. These observations may extend the phenotypic characterisation of the trisomy 6q syndrome. 
Trisomy for the distal part of the long arm of chromosome 6 was first reported by de Grouchy et all in 1969. Since then, other cases of this unusual anomaly have been described. Only three case reports have included necropsy findings, since most children have survived infancy. The oldest patients were 16 and 23 years of age at the time of publication.2 Our patient died shortly after birth.
Case report
The patient, the male child of a 27 year old mother and a 30 year old father, was born after 38 weeks' gestation by spontaneous vaginal delivery. Apgar scores were 0 at one and five minutes and 1 at 10 minutes. Physical examination of the infant at birth revealed a weight of 1095 g, length of 46-2 cm, and head circumference of 30 cm (all below the 10th centile for gestational age). Both the anterior and posterior fontanelles were widely open. The eyes were widely set. The neck was short with lateral webbing. Micrognathia, cleft soft palate, and glossoptosis (Pierre-Robin anomalad) were also present. The nasal bridge was flattened and the nose was short. The mouth was bow shaped. Both anomalies were noted (figs 1 and 2). Despite vigorous efforts at resuscitation the infant died without ever developing spontaneous heartbeat or respiration.
Parental history was significant in that they had been attempting pregnancy for five years with one spontaneous abortion (six years before the current pregnancy) at three months' gestation. A hysterosalpingogram and endometrial biopsy three years previously had shown polycystic ovaries.
The mother had received clomiphene (Clomid) eight months before this conception, which was achieved through husband-donor artificial insemina- FIG 9 paracentromeric heterochromatin, showed that both the short arm and the inverted heterochromatic block were duplicated.
The position of the centromeres was shown by comparative analysis using both C banding and the Goyanes technique. The centromeres and the paracentromeric heterochromatin are both darkly stained using the first method, while with the second, only the paracentromeric heterochromatin of chromosome 9 is darkly stained, as the centromeres do not band.
The father and brother of the proband had normal chromosome complements, while the maternal karyotype was 46,XX,inv(9)(pllql3) (figure). Therefore, a tandem duplication of maternal origin was proposed, the karyotype being: 46,XX,dup inv(9)(pllql3)mat, (pter-p12::q13--pll::p24--pl2::ql3----pll::q21-*qter) (figure).
Discussion
Trisomy 9p is responsible for a well known clinical syndrome that has been described in about 100 cases.2 It may be a cause of familial mental retardation as in most cases it results from adjacent segregation of a parental translocation.3
